We report a child of 3 years 9 months with the Marshall-Smith syndrome (MSS), characterised by the typical facial features, developmental delay, and advanced bone age. After the diagnosis was made at 5 months of age, careful observation for respiratory complications and failure to thrive was initiated. By 31/2 years of age, although our patient had no life threatening respiratory complications, investigation showed significant upper airway obstruction, which has been successfully treated. Aggressive treatment for failure to thrive has also allowed her to maintain a weight on the 50th centile. The purpose of this report is to suggest that early diagnosis and aggressive management may improve the ultimate prognosis with respect to the respiratory and feeding difficulties seen in this rare syndrome.
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Case report
The proband, a female infant, was born at term by spontaneous vertex delivery, with a birth weight of 2800 g (3rd centile). Her length was 52 cm (75th centile) and her head circumference 36.0 cm (just below the 90th centile). She was the first born child of healthy, nonconsanguineous, white parents, who have subsequently had a healthy son. Initially breast fed, she was unable to suck or swallow adequately and was changed to formula milk. However, she continued to feed poorly and failed to thrive. At 6 weeks of age, the patient was admitted to hospital, with a weight of 2800 g, exactly equivalent to her birth weight and well below the 3rd centile. Despite nasogastric tube feeding, her weight gain remained inadequate and she was referred to the regional paediatric gastroenterology department for further assessment. On general examination at this time she was noted to have several dysmorphic features and there was increasing concern about her general development.
In view of these problems, at 41/2 months of age the patient was referred to the clinical genetics department. On examination her ..4: moderate to severe upper airway obstruction was made. Subsequent tonsillectomy and adenoidectomy resulted in normalisation of oxygen saturation.
At 3 years 8 months of age the patient is on the 50th, 50th, and 97th centiles for weight, height, and head circumference respectively. Her facial gestalt remains typical of MarshallSmith syndrome (fig 4) . Her solid intake is increasing and she is encouraged to finger feed, although the majority of her intake is now through a gastrostomy, which was inserted three months earlier. She remains severely globally developmentally delayed; she stands holding on to objects and will take a few steps with her hands held. She has a few simple signs although as yet only babble rather than words. Her general health is good with no further upper respiratory tract infections. Our patient has the characteristic facial features of the Marshall-Smith syndrome, together with accelerated skeletal maturation and mental retardation. By 3'/2 years of age, she had no life threatening respiratory complications, although she had several upper respiratory tract infections and nocturnal snoring. Surprisingly, investigation showed moderate to severe upper airway obstruction, which has been corrected by tonsillectomy and adenoidectomy. Following surgery, she has had no further respiratory embarrassment. Most of the previous reports of the Marshall-Smith syndrome also describe significant failure to thrive, and although our patient presented with this complication, intensive dietary management, including nasogastric feeding and gastrostomy, have allowed her to reach the 50th centile for weight for her age. We also believe that continuous overnight nasogastric feeds, rather than bolus feeds are likely to have reduced the frequency of respiratory complications by reducing aspiration. This must improve the ultimate prognosis. Lapenna and Folger7 also suggested that relief of upper airway obstruction may result in improvement in developmental status, but unfortunately this has not been our experience.
The significance of optic nerve hypoplasia in our patient remains unclear, although she is being carefully reviewed by the paediatric ophthalmologists. Optic atrophy in the MarshallSmith syndrome has previously only been reported by Sperli et al.' Our case represents the third child with the MSS in whom a hearing loss has been described. We suggest that optic nerve hypoplasia and hearing impairment may be additional characteristics of this rare syndrome.
